Prenatal diagnosis of Turner’s
syndrome by ultrasonography

We report a case of Turner’s syndrome
diagnosed by ultrasonography in the
second trimester of pregnancy, and dis-
cuss the findings that may be diagnostic
of this condition.

Case report

A 22-year-old woman pregnant for
the first time presented for uterine ul-
trasonography 15 weeks from the date
of her last menstrual period. Fetal ab-
normality was not suspected, and the
ultrasonography was done at the pa-
tient’s request.

The initial examination revealed a
fetal biparietal diameter of 29 mm,
consistent with 15 weeks’ gestation, a
retrocervical mass and generalized
edema (Fig. 1). Further examinations,
at 17 and 17V2 weeks’ gestation, showed
a septate retrocervical fluid-filled mass 5
cm in diameter (Fig. 2), massive gener-
alized edema, ascites and polyhy-
dramnios. The skull was normal.

The patient was advised that a normal
outcome of the pregnancy was unlikely
and that the diagnosis that best ex-
plained these findings was Turner’s syn-
drome. Although she was offered amni-
ocentesis she preferred to have the preg-
nancy terminated.

At the time of termination the fetus
had a posterior cervical mass, typical of
the cystic hygroma of Turner’s syn-
drome, as well as generalized edema and
a protruding abdomen. Autopsy revealed
ascites and a single horseshoe kidney. A
45X karyotype was confirmed by fi-
broblast culture and, as is frequently
observed, the a-fetoprotein level in am-
niotic fluid drawn at the time of ter-
mination was abnormally high.!

Discussion

A mass in the posterior nuchal region
detected by ultrasonography is likely an
encephalocele or a meningocele. How-
ever, O’Brien and associates? detected by
ultrasonography a cystic hygroma in two
fetuses at 2112 and 23 weeks’ gestation
and emphasized that an intact cranial
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vault and septation in the retrocervical
mass tend to rule out a neural tube
defect. They did not mention fetal as-
cites. Although no cytogenetic studies
were performed in those cases, the ap-
pearance of both fetuses after delivery
was considered characteristic of Turn-
er’s syndrome.

Leonard and colleagues® reported the
in utero detection of a probable cystic
hygroma in a fetus that had already
died; genetic amniocentesis revealed a
45X karyotype. A thickened fetal out-
line was considered secondary to fetal
death. Robinow and coworkers* exam-
ined a woman at 22 weeks’ gestation in
whom there was excessive uterine
growth and found generalized fetal as-
cites and a retrocervical mass that was
initially interpreted as an encephalocele.
The pregnancy was terminated, and
chromosome studies confirmed Turner’s
syndrome.

More recently Phillips and McGahan®
reported several cases of cystic hygroma
diagnosed by ultrasonography in the
middle to late part of the second trimes-
ter. They emphasized that septation of
the cervical mass and intradermal lym-

FIG. 1—Transverse ultrasound scan of fetus
at 15 weeks’ gestation, showing double lines
(arrows) around body (B) and massive edema.

FIG. 2—Scan at 17 weeks’ gestation, showing
large cystic retrocervical mass (asterisks) and
septum (arrow). S shows location of spine and
ribs.
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phangiectasia were important distin-
guishing features of a cystic hygroma.
Edema of the abdominal wall was noted
in all their cases and fetal ascites in two.
They did not state whether karyotyping
was done in all their cases, but two of
the fetuses were reported to have a 45,X
karyotype. Polyhydramnios was not pre-
sent in their cases.

On the basis of our experience and
that of others we believe that a posterior
nuchal mass associated with generalized
fetal hydrops suggests Turner’s syn-
drome. The absence of an intracranial
connection to the mass, the presence of
septation within the mass, and the ab-
sence of other known causes for fetal
hydrops reinforce this diagnosis.

The extensive differential diagnosis of
fetal hydrops has recently been reviewed
by Schwartz and associates.* Some of
these conditions (e.g., trisomy 18) may
also present the ultrasonographic ap-
pearance of cystic hygroma, but which
do, and how often, is unknown. There-
fore, although a normal outcome of
pregnancy is unlikely under ‘these cir-
cumstances, we believe the diagnosis
should be confirmed by amniocentesis.

Turner’s syndrome is more commonly
diagnosed early in the second trimester
than at birth because many of the
fetuses with this condition die in the
second trimester. The ultrasonographic
findings we have described will become
more frequent as the use of ultrasonog-
raphy in general obstetrics and in associ-
ation with genetic amniocentesis in-
creases. Immediate appreciation of the
findings should decrease the patient’s
period of uncertainty and avoid an un-
necessary delay in diagnosis.
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